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CORRECTION 
Due to a typing error, an author was inadvel·tently omitted £i'om an abstract U1 the 
April issue (volume 108, number 4, page 648, abstract 665). 
T he corrected abst ract is repl;nted below. 
A NEW K1 MUTATION IN A CASE OF EPIDERMOLYTIC HYPERKERATOSIS 
WITH PALMAR·PLANTAR INVOLVEMENT. SK Smith, R. Marks & P.E. Bowden , 
Department of Dermatology, University of Wales College of Medicine. Cardiff, CF4 4XN, 
U.K. 
Epidermolytic hyperkeratosis (EH) is an autosomal dominant inherited disease 
characterised by generalised scaly lesions on the limbs and trunk wi th variable 
involvement of the palms and soles. EH is caused by mutations in epidermal keratins K1 
and Kl 0, important structural proteins of spinous and granular layer keratinocytes. 
Deleterious mutations in either Kl or Kl 0 cause protein conformational abnormalities and 
consequently disrupt intermediate filament (IF) assembly. Histology shows degeneration 
of the keratinocytes in the spinous and granular layers and IF collapse can be observed 
by electron microscopy. Here we repen a previously undescribed mutation in the 1 A 
domain of Kl in a spontaneous case of EH . 
The proband, a s i x~weekwold baby girl, presented with generalised EH that was 
particularly severe on the palms and sales. Genomic DNA was extracted from whole 
blood 01 the patient and her unaflected mother and grandmother. Exons 1. 6 and 7 of 
both K1 and K10 genes were amplified by PCR. An aliquot of each PCR product was 
analyzed by agarose gel electrophoresis and the remainder sequenced directly. 
The proband was found to carry a heterozygous point mutation (CTC to TIC) in 
exon 1 of the K1 gene, altering codon 187 (L 187F). This results in the substitution of a 
leucine residue wllh a phenylalanine at tho beginning of the 1A helix (L7F). This region of 
K1 was normal in the unaffected mother and grandmother, as were the 1A and 26 helices 
of K10 in all fami ly members examined. This mutation has not been previously described 
for K1 but has been identified in the 1 A helix of K5 and K14 in lami lies with epidermolysis 
bullosa simplex. This heterozygous paint mutation Is sufficient to explain the IF collapse 
observed in the keratinocyles of this baby and is probably responsible for the 
observed pathology. 
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